INTRODUCTION
D elleman et al. in 1981 were the first to describe the syndrome of orbital cyst, anophthalmia or microphthalmia, periocular cystic appendages, skin tags, focal dermal hypoplasia and cerebral cysts along with other cerebral anomalies. [1] This syndrome is named after those who identified it as, Delleman-Oorthuys syndrome.
Since it was first identified, till date only 28 patients with equivocal diagnosis of Oorthuys syndrome or oculocerebrocutaneous syndrome (OCCS) have been reported. [2] Here, we present a case of a 9-month-old male child who presented with unilateral temporo parietal aloepecia, multiple cystic lesions on the upper eyelid and adjacent periorbital areas, as well as an upper eyelid coloboma and epibulbar dermoid, all of which were present since birth.
supero-temporal aspect of the bulbar conjunctiva left eye [ Figure 1a and b], which according to his parents was present since birth and was nonprogressive in nature. It was also noticed that the patient had multiple cystic skin appendages [ Figure 2a and b] along with temporo-parietal alopecia on the affected side [ Figure 3a and b].
Birth history was normal, and he was the second child of his parents, the older daughter being absolutely normal. The rest of the body had no other area of skin appendages anywhere else. Examination of the right eye was normal. B-scan ultrasonography of the left orbit showed a normal scan.
Systemic evaluation revealed no abnormality. Developmental milestones too were normal for age.
Axial computed tomographic scan was normal with no evidence of any cystic orbital lesion or hydrocephalus.
MRI of the orbits and brain was done subsequently and showed similar normal findings.
DISCUSSION
Delleman OCCS is a very rare genetic disorder characterized by skin and eye abnormalities as well as areas of alopecia along with hydrocephalus. [4] It may also show overlapping clinical features with other syndromes like Goldenhar syndrome, encephalo-cranio-cutaneous lipomatosis and Goltz-Gorlin syndrome (focal dermal hypoplasia). [3, 4] It is seen more commonly in males and occurs sporadically with no risk of recurrence in his siblings and with no known etiological cause. [5] Asymmetry in features is characteristic of OCCS, [2] and our patient too had his ocular and dermatological features limited to only the left side of his face.
He had periorbital skin appendages associated with frontal and parietal alopecia. Overlying skin on these regions showed patches of focal dermal hypoplasia. The skin features are consistent with the previously described characteristics of OCCS. [2] Ocular features in our patient consisted of a supero-temporal epibulbar dermoid on the affected side along with upper eyelid coloboma. There were no other ocular features associated with OCCS like orbital cysts, microphthamos or anophthalmos.
Detailed dilated fundoscopy did not show optic atrophy which has been reported in one case of OCCS. [6] Though epibulbar dermoids are more commonly associated with Goldenhar syndrome (oculo-auriculo-vertebral dysplasia), which is a rare congenital anomaly (incidence of 1 in 5000) [7] consisting of a triad of ocular dermoid cyst, preauricular skin tags and vertebral dysplasia. [8] However the absence of the latter two criteria as well as its other associated features like malformation of the ears, hemi-facial microsomia, cardiac, visceral, or central nervous system anomalies ruled it out. [9, 10] Though there have also been cases reported with features of OCCS overlapping with the Goldenhar syndrome. [9] [10] [11] Though cerebral lesions are supposedly to be characteristic of OCCS, however our patient had no cerebral pathologies detectable. Neither did he have any neurological defects. Literature too has reports of patients with this syndrome without any cerebral lesions and it is considered that they represent unrecognized cases of this syndrome. [12] In some severe cases of OCCS anophthalmia, congenital hydrocephalus, as well as cleft lip and palate have also been described; [10] however these features were not seen in our patient.
Affected children may demonstrate psychomotor retardation, seizures, and developmental delay. Literature has also reported of a case with hyperactive deep tendon reflexes throughout as well as a positive Babinski's sign opposite to the side with the ocular findings. [13] In our case, the developmental milestones were normal for age, and neither did the child have any history of seizures. The deep tendon reflexes too were normal on both sides. However, in all these cases a long-term neurological follow-up is important.
CONCLUSION
We recommend a detailed neurological workup in all such cases; and if a cerebral or cerebellar abnormality like hydrocephalus is detected, it necessitates an urgent neurosurgical opinion, to prevent any further damage. For the effective management, all such children we recommend a combined, closely coordinated approach by the ophthalmologists, the neurophysicians as well as the pediatricians
